A 75-year-old woman presented at our institution with gonalgia and consequently functional limitation of the right knee, for several weeks. At physical examination, besides the bilateral and symmetrical enlargement of the knees, it was evident the marked bilateral genu valgum and wasting of legs. The X-ray showed bizarre bone changes of the femur and tibia. There was no family history of similar changes.
A 75-year-old woman presented at our institution with gonalgia and consequently functional limitation of the right knee, for several weeks. At physical examination, besides the bilateral and symmetrical enlargement of the knees, it was evident the marked bilateral genu valgum and wasting of legs. The X-ray showed bizarre bone changes of the femur and tibia. There was no family history of similar changes.
Besides these changes there was no other medical history issue, and the patient was not under any specific medication, besides pain killers.
For further investigation of the patient complains we required additional X-rays of other anatomical regions in skeletal survey. In the femora, the changes were most marked distally where gross "Erlenmeyer flask" deformities were evident ( Figure 1 ). This flaring of the femur extended proximal to the mid-femoral diaphysis where endosteal cortical thickening was present. Tibiae and fibulae were expanded with mid-diaphyseal cortical thickening and lateral bowing of the tibiae ( Figure  2 ). Other X-rays also revealed undertubulation of the superior limbs (Figures 3 and 4 ) and pelvic changes ( Figure 5 ). 
DISCUSSION
Pyle's metaphyseal dysplasia (PMD) is an extremely uncommon and rare genetic skeletal disorder, with fewer than 30 cases reported worldwide, characterized by a benign course of irregular development of long bones, and an autosomal recessive genetic pattern of inheritance [1] [2] [3] . This disease was named after the American orthopedic surgeon, Edwin Pyle, who first reported the disease in 1931. Clinical manifestations contrast with radiological appearances of gross metaphyseal undermodeling which widening of long bones with marked cortical changes (Erlenmeyer-flask deformity) especially around the knee. Proximal humerus and distal radius and ulna eventually show undertubulation changes. Other less marked changes may be seen in other distal long bones, distal metacarpals and proximal phalanges. Spinal involvement varies from no changes at all to a moderate platyspondyly or biconcave lens appearance of the vertebral bodies [1, 4] . Homozygous mutations in secreted frizzled-related protein 4 (SFRP4) gene have been related to this condition. Secreted frizzled-related protein 4 gene (OMIM 606570) produces a protein that acts as an antagonist to the WNT/ frizzled pathway when bound to the WNT ligands or to the frizzled receptors. These mutations (stop mutations) have been reported to affect the downregulation of SFRP on WNT and bone morphogenetic protein (BMP) signaling pathways, which may cause abnormal thinning and osteoporosis of the bone cortex [5] .
The differential diagnosis for PMD includes other craniotubular bone dysplasias, such as craniometaphyseal dysplasia, craniodiaphyseal dysplasia, osteopetrosis, Niemann-Pick's disease, Gaucher disease, and thalassaemia. Pyle's disease is often confused with craniometaphyseal dysplasia. In 1970, Gorlin et al. described craniometaphyseal dysplasia as a distinct entity separate from Pyle's disease. While PMD has gross widening of metaphyses with mild cranial sclerosis, other craniometaphyseal dysplasias have severe craniofacial or greater cranial sclerosis with mild metaphyseal changes [3, 4] . Absence of cranial involvement excludes first three differential diagnoses in our patient. Moreover, our patient did not have anemia, jaundice, hepatosplenomegaly, increased bone density or any history of blood transfusion ruling out the latter four possibilities also.
Clinical-radiological dissociation associated with characteristic imaging deformities was consistent with the diagnosis of Pyle's syndrome. The vast majority of PMD cases are asymptomatic and their diagnosis is predominantly the result of an accidental finding observed on radiographs requested for other reasons. Treatment is not required for this condition, being reserved for the eventuality of a fracture or for arthrosis resulting from the genu valgum that requires surgical intervention.
CONCLUSION
This case is presented due to the rarity and typical radiological presentation, highlighting the clinical signs, X-rays, and differential diagnosis. A physician aware of this group of pathologies will know how to make the diagnosis thus avoiding more aggressive or costly diagnostic approaches [computed tomography (CT), magnetic resonance imaging (MRI), biopsy, and genetic studies] and the anxiety/alarmism of the patient and family in the face of diagnostic uncertainty. After diagnosis, the patient was proposed for total right knee arthroplasty due to pain complaints and grade IV gonarthrosis, which she refused, alternatively choosing conservative treatment. 
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